Summary. Cystathionine synthase activity was studied in skin fibroblasts from a mother with homocystinuria and her husband and newborn baby. Enzyme studies were also undertaken on a fibroblast cell line derived from amniotic fluid taken at 16 weeks' gestation. The enzyme activity was very low in the mother, within the normal range in the father, and at an intermediate level consistent with heterozygosity in the infant. The activity present in the amnion fibroblasts was similar to that found in the cell line cultured from the infant's skin biopsy.
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Homocystinuria, first discovered in 1962 by Carson and (Carson, 1971) ; the remainder can be treated with a methionine restricted diet.
In 1964, Mudd et al established the nature of the defect by demonstrating a specific deficiency of hepatic cystathionine synthase in patients with the disorder. Subsequently, fibroblasts derived from skin and amniotic fluid from control subjects were found to have appreciable levels of cystathionine synthase activity but skin fibroblasts from homocystinuric patients were found to be deficient in this enzyme (Uhlendorf and Mudd, 1968 when she was admitted to an ophthalmic unit with glaucoma secondary to ectopia lentis. The proposita married in 1969 and became pregnant in 1970 but had a complete abortion at 22 weeks. She again became pregnant in 1972 and this time gave birth to a normal infant in whom repeated examination of blood and urine showed no evidence of homocystinuria. The proposita was found to have the pyridoxine-responsive type of the disorder and treatment with pyridoxine was commenced immediately following diagnosis and continued throughout both pregnancies (Ritchie and Carson, 1973) .
Methods and Results
Skin samples were taken by pinch biopsy from the forearm of the mother and father and from the base of the umbilical cord of the newborn. Amniotic fluid was collected by transabdominal amniocentesis at 16 weeks' gestation. The cell lines were grown in Minimal Essential Medium (Glasgow Modification) supplemented with 10% fetal bovine serum (Flow Laboratories). Penicillin and streptomycin were routinely incorporated in the medium. Amniotic fluid
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Cystathionine synthase assays were carried out according to the method of Mudd et al (1965) and protein was estimated by the technique of Lowry et al (1951) . The results are shown in Table I and compared with values obtained in a series of homocystinuric patients, heterozygotes (parents of homocystinurics), and non-homocystinuric subjects (Table II) . This report is a preliminary communication of work in progress on the study of the activity of cystathionine synthase in homocystinuric patients using tissue culture techniques, and shows how these techniques may be used as an aid to genetic counselling and prenatal diagnosis.
